Figure S1. Homozygosity Mapping
Homozygosity mapping in Family 1 revealed a single ~1 Mb region on chromosome 1 (A&B) located between dbSNP rs3094315 and rs6681938 (C). Genomic DNA (gDNA) from individuals P1 and P2 and seven unaffected family members (see Figure 3A for details) was genotyped with the 200K genome-wide Illumina HumanCytoSNP-12 BeadChip SNP array. Homozygosity mapping was performed using the web-based HomozygosityMapper application using recommended default settings. 1 Regions with scores of at least 80% of the maximum homozygosity score were prioritized. To perform this analysis, the serum-free conditioned medium from fibroblast cultures was collected at In vitro wound healing assays were performed using silicone inserts (Biovalley) composed of two wells and placed in a 35 mm-diameter Petri dish. Fibroblasts were seeded at 35 x 10 3 cells/well, and the insert was removed at confluency. Cell migration in the denuded area was evaluated by phasecontrast microscopy (magnification 150 x) with a digital camera (Zeiss, AxioCam ERC5S).
Representative images of the wound closure are shown at t = 0h, 20h and 40h. Evaluation of the number of migrated cells in the wound area was performed using Photoshop software on a minimum of eight different fields in each group. Wound closure was decreased about 35% and 40% in P2, and by about 65% and 75% in P3, respectively. No difference was observed in P5 compared to control cells. 
